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Malcolm Lewis, Bronwyn Kerr, Helen Stuart, Dian Donnai, David A. Long, Berk Burgu, Ozgu Aydogdu,
Murat Derbent, Sixto Garcia-Minaur, Willie Reardon, Blanca Gener, Stavit Shalev, Rupert Smith,
Adrian S. Woolf, Graeme C. Black, and William G. Newman
(The American Journal of Human Genetics, 86, 963–969; June 11, 2010)
Unfortunately, in Table 1, family 3 was reported to have the mutation c.457C>T in HPSE2 and family 4 c.57dupC,
whereas these should be the other way around. This is corrected in the amended Table 1 below and was reported correctly
throughout the main text of the original manuscript.Table 1. Mutations in HPSE2 Identified in UFS Patients
Family Ethnicity Nucleotide Change Exons Amino Acid Change
1 Asian c.1099-4166_1320þ840delins23 8, 9 p.V367_P440del
2 Turkish c.1414C>T 10 p.R472X
3 Turkish c.57dupC 1 p.A20RfsX45
4 Turkish c.457C>T 3 p.R153X
5 Spanish c.449-?_610þ? 3 p.D150_T203del
6 Irish c.1465_1466del 10 p.N489PfsX126
Nomenclature based on NCBI reference sequence NM_021828.4.DOI 10.1016/j.ajhg.2010.07.010. 2010 by The American Society of Human Genetics. All rights reserved.
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